Other names: XP-V; RAD30A HGNC (Hugo): POLH Location: 6p21.1 Note: See also the deep insight on: Nucleotide Excision Repair.
DNA/RNA
Description 11 exons. Of the 11 splice donor/acceptor sites, 10 contained consensus GT/AG dinucleotides; only the splice donor site in exon 11 (sequence CT) varied from the consensus pattern. The POLH gene lacked a TATA sequence in the region upstream of the transcription-initiation site and the upstream region was GC rich (76% in the sequence between +1 and Ð270). The first ATG codon for initiation of translation was included in the second exon. Exon 11 contained the termination codon followed by 661 bp of 3'-untranslated sequence.
Protein
Description 713 amino acids.
Function
The POLH gene encodes DNA polymerase h, which catalyzes the translesion synthesis past a cis-syn T-T pyrimidine dimer, one of the major DNA photoproducts induced by UV light.
Homology mXPV: 80.3% amino acids identity and 86.9% similarity.
Mutations
Germinal 12 mutated sites involved in the XP variant syndrome.
Implicated in
Xeroderma pigmentosum, XP group V Disease Predisposition to skin cancer. 
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